Supp. Figure S2 . A comparison between exome-and microarray-derived variant data used to identify autozygous regions in consanguineous individuals. Autozygous regions identified by AgileVCFMapper using variant data derived from exomes (top three rows in each image) or Affymetrix SNP 6.0 microarrays (lower three rows in each image). The three rows in each case represent three siblings from a consanguineous family, two affected and one unaffected. In the affected siblings, autozygous regions are shaded blue; in the unaffected sibling, pink. While the overall patterns are comparable, there are differences between the two data sets. These are the result of the lower number of variants, uneven coverage and higher miscall rate of the data derived from the exomes. The centromeric and pericentromeric regions appear as large gaps in the variant coverage, and these often result in different interpretations of the extent of autozygous regions in exome and SNP microarray data.
